An infant with the characteristic
this confirms the existence of another distinct form of peroxisomal disorder characterised biochemically by a deficiency in de novo plasmalogen biosynthesis only.
(Arch Dis Child 1993; 68: [415] [416] [417] Classical rhizomelic chondrodysplasia punctata (RCDP) is an autosomal recessive condition characterised clinically by severe symmetrical shortening of the proximal limb segments, stippled epiphyses and periepiphyseal calcification, facial dysmorphism, cataracts, severe failure to thrive, gross developmental retardation, and a high mortality. Peroxisomes are present in cultured fibroblasts, but several peroxisomal functions are impaired with a characteristic combined deficiency of acyl CoA dihydroxyacetone phosphate acyltransferase (DHAP-AT), DHAP-synthase, and phytanic acid oxidase coupled with the presence of an'unprocessed thiolase enzyme protein. ' In the case described here, with typical RCDP phenotype, a different pattern of peroxisomal dysfunction was found.
There was gross psychomotor retardation with no smiling, babbling or visual fixation, complete head lag with truncal hypotonia, very poor limb movement with mild spasticity but normal reflexes, and an erratic startle response to loud sound. Radiology showed characteristic severe symmetrical rhizomelia and chondrodysplasia punctata (fig 2) . The karyotype was 46 XY.
BIOCHEMICAL STUDIES
There was no abnormality of serum calcium, phosphate, magnesium, alkaline phosphatase, creatinine, or electrolytes.
Specific aspects of peroxisomal function were studied as follows: PLASMALOGEN 
BIOSYNTHESIS
The activity of DHAP-AT, an essential enzyme in peroxisomal plasmalogen biosynthesis, was assayed by the method of Schutgens Case report The parents were young, healthy, unrelated, and of Saudi origin. The mother was a primigravida and had an uncomplicated pregnancy. Routine ultrasound at 30 weeks' gestation showed a short limbed fetus. Premature spontaneous labour at 32 weeks resulted in a boy with a birth weight of 2200 g. Respiratory distress syndrome required ventilatory support; jaundice was treated by phototherapy. Clinical and radiological features of RCDP were evident in the neonatal period. The patient fed poorly with a very weak suck and by 5 months of age profound growth failure (weight 3 0 kg, length 52 cm, head circumference 36 cm) and developmental delay were evident.
Physical features included craniofacial dysmorphism with frontal bossing, a 'flat' facial profile, saddle nose, hypertelorism, long philtrum, low set ears, assymetrical crying facies, and bilateral cataracts. The limbs showed flexion deformities at knees and elbows, severe symmetrical rhizomelic shortening, ulnar deviation of the fingers and adduction of the thumb (fig 1) . 
